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Background 

Primary congenital glaucoma (PCG) refers to patients with 
isolated anomaly of the trabecular meshwork and glau- 
coma onset within the first 3 years of life [1]. It is relatively 
common in Saudi Arabia, with estimated incidence of 1: 
2500 live birth, due to high prevalence of consanguinity 
within Saudi's families [2]. CYP1B1 is the most commonly 
mutated gene in PCG. This study was undertaken to iden- 
tify mutations in CYP1B1 and looking for novel genes, by 
screening blood of patients who had typical findings of 
PCG, with high-resolution SNP microarray, homozygous 
mapping and direct sequencing of CYP1B1. 

Results 

34 patients were studied; 18 patients belonged to 9 families, 
and 16 patients were non-familial, isolated PCG. Consan- 
guinity was present in 28/34 (82.4%) of cases. All patients 
were diagnosed to have bilateral PCG at birth except one 
child. Male (21) > female (13). 82.4% (28/34) of patients 
were solved with pathogenic mutations and (6/34)17.6% 
remained unsolved. Direct sequencing of exon 2 revealed 
two pathogenic variants (p.Gly61Glu, p.Glu229Lys). 
P.Gly61Glu substitution was found both homozygous in 
60.7% (17/28) and heterozygous in 3.6% (1/28) patients. 
P.Glu229Lys variant found heterozygous in 3.6% 
(1/28) cases. Two pathogenic variants (p.Ala443Gly, 
p.Arg469Trp) were found in exon 3. P.Ala443Gly was 
present in 3.6% (1/28) cases, while p.Arg469Trp was found 
in 28.6% (8/28) patients. All variants had been reported 
previously in Saudi population, except p.Glu229Lys. 
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Conclusions 

P.Gly61Glu mutation is frequently present in PCG in 
Saudi Arabia and p.Glu229Lys is a novel one. 

Published: 2 April 2014 
References 

1. Badeeb 0: Congenital Glaucoma in Saudi Arabia. King Abdulaziz 
University press, Jeddah; 201 1. 

2. Jaafar M: Care of the infantile glaucoma patients. Ophthalmol Annual 
1988, 15-36. 


doi:1 0.1 1 86/1 471 -21 64-1 5-S2-P33 

Cite this article as: Badeeb: Gene abnormalities in primary congenital 
glaucoma in Saudi Arabia: a study of known genes and search for 
novel genes. BMC Genomics 2014 15(Suppl 2):P33. 


Submit your next manuscript to BioMed Central 
and take full advantage of: 

• Convenient online submission 

• Thorough peer review 

• No space constraints or color figure charges 

• Immediate publication on acceptance 

• Inclusion in PubMed, CAS, Scopus and Google Scholar 

• Research which is freely available for redistribution 


Submit your manuscript at 
www.biomedcentral.com/submit 


BioMed Central 


o 


BioMed Central 


© 2014 Badeeb; licensee BioMed Central Ltd. This is an Open Access article distributed under the terms of the Creative Commons 
Attribution License (http://creativecommons.0rg/licenses/by/2.O), which permits unrestricted use, distribution, and reproduction in 
any medium, provided the original work is properly cited. 


